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Behavioral and neuroanatomical analyses in a 
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NPHP1 㑇ఏᏊ࡜ MALL 㑇ఏᏊࡢ୍㒊ࢆྵࡴ㡿ᇦࡣࣈࣞ࢖ࢡ࣏࢖ࣥࢺ࡟ᣳࡲࢀ࡚࠸ࡿ஦࠿ࡽ㸪
≉࡟ NPHP1 㑇ఏᏊࡢḞᦆ, 㔜」ࡀࡇࢀࡽ㑇ఏᛶ⑌ᝈࡢ⾲⌧ᆺ࡟ᐤ୚ࡍࡿྍ⬟ᛶࡀ♧၀ࡉࢀ࡚
࠸ࡿࠋ 
NPHP1 㑇ఏᏊࡣ, 732 ࢔࣑ࣀ㓟㸪83kDa ࡢ Nephrocystin ࢱࣥࣃࢡ㉁ࢆࢥ࣮ࢻࡋ࡚࠸ࡿࠋ 
Nephrocystinࡣ coiled-coilᵓ㐀㸪Src homology 3ࢻ࣓࢖ࣥࡸ nephrocystin homologyࢻ࣓࢖ࣥ
ࢆᣢࡕ, ᵝࠎ࡞ࢱࣥࣃࢡ㉁㸦NPHP2,NPHP4, NPHP8, AHI1࡞࡝㸧࡜」ྜయࢆᙧᡂࡋ, ⣽⬊ෆ
ࡢ୍ḟ⧄ẟࡢᇶᗏᑠయࡸ⣽⬊᥋╔㒊࡟Ꮡᅾࡋ࡚࠸ࡿࠋNPHP1 ࢆྵࡴ 2q13 㡿ᇦࡢ㔜」ࡣ, ⮬㛢
⑕, ὀពḞ㝗࣭ከືᛶ㞀ᐖࡸゝㄒ㐜ᘏ࡞࡝⢭⚄⚄⤒⑌ᝈᵝ⑕≧ࢆేⓎࡍࡿ஦ࡀ▱ࡽࢀ࡚࠸ࡿࡀ㸪
ᮏ㡿ᇦࡢ㔜」࡜⚄⤒⢭⚄⑌ᝈ࡜ࡢᅉᯝ㛵ಀࡣ୙࡛᫂࠶ࡿ 2)ࠋࡇࡢࡓࡵᮏ◊✲࡛ࡣ, 2q13 㡿ᇦࡢ
ᰁⰍయ␗ᖖ㸦㔜」㸧࡜⢭⚄⑌ᝈ㸪≉࡟⮬㛢⑕࡜ࡢ㛵ಀࢆ᫂ࡽ࠿࡟ࡍࡿࡓࡵ㸪NPHP1㑇ఏᏊ඲㛗
࡜ MALL 㑇ఏᏊࡢ୍㒊ࢆྵࡴ඲㛗 158.9kb ࡢࣂࢡࢸࣜ࢔ேᕤᰁⰍయ(bacterial artificial 
chromosome: BAC)ࢆ⏝࠸࡚㸪2q13 㡿ᇦ㔜」࣐࢘ࢫ(2q13dup)ࢆస〇ࡋࡓ 3)ࠋ」ᩘࡢ㑇ఏᏊ⩌







ࢆ 2ࣛ࢖ࣥᚓࡓࠋࡑࡢ࠺ࡕ 1ࣛ࢖ࣥࢆ⥔ᣢࡋ, ࡑࡢᚋࡢゎᯒ࡟⏝࠸ࡓࠋࡉࡽ࡟BAC⏤᮶ࡢNphp1
㑇ఏᏊࡢⓎ⌧ࢆㄪ࡭ࡿⅭ㸪඲⬻ࢆ⏝࠸࡚ᐃ㔞ⓗ PCR࠾ࡼࡧ࢚࢘ࢫࢱࣥࣈࣟࢵࢸ࢕ࣥࢢ࡟ࡼࡿⓎ
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